A two weeks old girl was brought to our outpatient clinic for abnormally shortened upper and lower extremities.
The patient was born in the 39th week of pregnancy as a premature baby. But one month later she died at an emergency clinic. Pathological dissection was not performed at that time because of the refusal of her family. Her mother did not take any drugs and did not experience the toxemia of pregnancy during the gestational period.
Both her parents and grandparents respectively married cousins (Fig.1 ).
Clinical findings:
Birth weight was 2250g and height was 33.5cm. The extremities , both upper and lower, were dispropotionately short compared with the trunk and , particularly, the mesomelic bones were remarkably short.
The lower extremities, cartilagenous femurs and tibias were palpable . Each joint of shoulders, elbows, wrists, hips, knees and ankles was almost normally movable when passively moved.
The number of toes and fingers was normal except for the left hand having 6 fingers.
However, the shape and size were soybean-like with no cartilaginous masses and they were floatable at M.P. joints. The feet showed talipes planovalgus. The size and shape of skull were normal and eyes, nose, ears, eyebrows and eyelashes were also normal.
No cleft lip or cleft palate was observed (Fig.2) . 
Radiographic findings:
Skull, rips, clavicles were normal, but lumbarization was observed.
In the pelvis and lower extremities, primary ossification was not seen in pubic bones, bilateral femurs, tibias, tarsal bones and short tubular bones ( Fig.3-a,b) .
As for the upper extremities, there was shortening in radus and ulna, and, especially in the ulna, round shape and remarkable shortening were observed.
Moreover, dislocation in joints of bilateral shoulders and elbows was recognized (Fig.4-a -A Case Reportin these case, the existence of extremities is radiographically confirmed by presence of primary ossification. Although hypophosphatasia lacks ossification in skull or long bones, such selective absence of ossification in lower extremities and pubic bones observed in the present cases does not appear, and also there is no decrease of alkaline phosphatase or mesomelic dysplasia, so that this type is distinguished from this case. Besides , the examinations for cardiovascular system, gastrointestinal tract and urogenital organs were not perfomed at this time, therefore, presence or absence of anomalies for these organs is unknown.
Summary:
The comparison between the present case and various mesomelic dysplasia or hypophosphatasia was made. However, in consequence, any similar type could not be found, and there is a possibility that this case may be an independent entity taking autosomal recessive inheritance form.
